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Search for Si^P on NCBI Reference Assembiy 



Search EntrezSNP 



Reference SNP(refSNP) Cluster Report: rs2066844 



refSNPID:rs2066844 
Organism: human [Hmsapisns) 
Molecule Type: Genomic 
Created/Updated in build: 94/129 
Map to Genome Build: 36,3 
Citation: MM 



Allele 

,SNP: 

■' single nucleotide polymorphism 
RefSNP Alleles: C/T 
Ancestral Allele: Not available 
Clinical Association: unknown 



MGVS Names 

MM162,1M04C>I ^ 

NP_071445.1:p.R702W 
NT_01 0498.1 5:g.4360124C>T 



GENERAL 

HUMAN VARIATION 

SNP SUBMISSION 
DOCUMENTATION 
SEARCH 
RELATED SITES 



SNP Details are 



in the following sections: 



s RefSNP Cluster I 
The submission ss48412844 has the longest flanking sequence of all cluster members and was used to instantiate sequence for rs2066844 during BLAST analysis for the cuirent build. 



HandlelSubmitterlD 

Assay ID 


^^^^f Alleles 5'NearSeq30bp 3' Near Seq 30 bp ^^^^ ^ 


SS2978536 CEPHIIBD1-SNP8 


g fwd/B 


c/r 


gagtgccagacatctgagaaggccctgctc ggcgccaggcctgtgcccgctggtgtctgg 03/22/01 10/25/06 94 


Gei 


s,099:222 GKT-CGMISNP-EX4.4 


1 fwd/B 


C/T 


gagtgccagacatctgagaaggccctgctc ggcgccaggctgtgcccgcctggtgtctgg 05/30/01 10/25/06 96 


Gei 


■,v%\{]'^ LP(;Al\HS" R\R[iKF/l[]PGACARD15 17379 


fwd/B 


C/T 


qaqtgccagacatctgagaaggccctgctcggngccaggcctgtgcccgctgqtqtctgg 04/08/03 10/10/03 114 


Gei 


ss88i9693 SNP500CANCERICARDi5-02 


g fwd/B 


C/T 


gagtgccagacatctgagaaggccctgctc ggcgccaggcctgtgcccgctggtgtctgg 05/30/03 04/07/04 116 


Gei 


si24523902PERLEGENIafd4338565 


fwd/B 


C/T 


gagtgccagacatctgagaaggccctgctc ggcgccaggcctgtgcccgctggtgtctgg 08/10/04 08/21/04 123 


Gei 


s,s28.5]4a40JDRFWTDLIDL2226 


rev/T 


A/G 


ccagacaccagcgggcacaggcctggcgcc gagcagggccttctcagatgtctggcactc 09/07/04 09/07/04 126 


Gei 


Mm APPLERA GIihCVH717468 


g fwd/B 


C/T 


gagtgccagacatctgagaaggccctgctc ggcgccaggcctgtgcccgctggtgtctgg 09/28/05 11/03/06 126 


Gei 


SS748798I9ILLUMINAIILMN Human IM rs2066844 


fwd/B 


C/T 


t .08/28/07 08/29/07 129 


Gei 


ss84172Si(;PHARMGKB CREATEIPS204942 PA141943057 8/ 


fwd/B 


C/T 


,.,t,..,...taj.,..„ tM. „, .„ajt, ^,t„t,tctgg 12/06/07 12/10/07 130 


Gei 


sv863'^2183CANCER-GENOMEIl0586 


fwd/B 


C/T 


gagtgccagacatctgagaaggccctgctc ggcgccaggcctgtgcccgctggtgtctgg 01/25/08 01/25/08 129 


Gei 



>gnlldbSNPIrs2066844lallelePos=301ltotalLen=601ltaxid=9606lsnpclass=llalleles='C/r'lmol=Genomiclbuild=130 



CTTCACATCA CTTTCCAGTG CTTCTTTGCC GCGTTCTACC TGGCACTCAG TGCTGATGTG 
CCACCAGCTT TGCTCAGACA CCTCTTCAAT TGTGGCAGGC CAGGCAACTC ACCAATGGCC 
AGGCTCCTGC CCACGATGTG CATCCAGGCC TCGGAGGGAA AGGACAGCAG CGTGGCAGCT 
TTGCTGCAGA AGGCCGAGCC GCACAACCTT CAGATCACAG CAGCCTTCCT GGCAGGGCTG 
TTGTCCCGGG AGCACTGGGG CCTGCTGGCT GAGTGCCAGA CATCTGAGAA GGCCCTGCTC 



!c:t c 



;; TTCC 



TCCCi^CCAGC TGCACGGGGT GAGGCGAAijA GCGTGCATGC CATGCCCijGG TTCATCTGGC 
TCATCCGGAG CCTGTACGAG ATGCAGGAGG AGCGGCTGGC TCGGAAGGCT GCACGTGGCC 
TGAATGTTGG GCACCTCAAG TTGACATTTT GCAGTGTGGG CCCCACTGAG TGTGCTGCCC 
TGGCCTTTGT GCTGCAGCAC CTCCGGCGGC CCGTGGCCCT GCAGCTGGAC TACAACTCTG 



GeneView 

Gene view via analysis of contig annotation: N0D2 nucleotide-binding oHgomerization domain containing 2 
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Reference SNP(refSNP) Cluster Report: rs2066844 



View variations for gene: Include cUnically associated: fin gene region CcSNP C has frequency Cdoublehit,^ 
Label Contig->niRNA Gene Model (contig mRNA transcript) Oiw legeM 

reference NT (jl 04 98->NM 022162 
flMion 



Group ^ ,. n Contie mRNA mRNA„ ,. dbSNP Protein Codon Amino acid 

Conti2-->mRNA-->Protem .,° . , ,. Function „, 

label ° position orientation pos allele residue pos pos 

reference 01049S -> NM 022162 -> NP 071445 4360125 forward 2209 missense T Trp[W]l 702 

contig reference C Arg[R] 1 702 

Gene View: no link establislied by BLAST analysis of mRNA sequences 
Integrated laps: 

NCBI Map Viewer: rs2066844 maps exactly once on NCBI human ckomosomc if) 

Chromosome ^^^^^^ ^^'^^'^ Chromosome Hit Contig Assembly Group Contig Neighbor SNP flank 



ition position orientation Allele Type label label SNP position 

16 M..?26462i 432603235261253 pbs C alLassemblyJ Celera Cetera view 300 

16 NW00im8.2;';:-/m 36632893 minus G alt jssembly J HuRef HuRef vk w 300 

16 M_0104ii5 436012549303427 pbs C reassembly reference reference view 300 

NCBi Resource Links 

Submitter-Referenced dbSNP Blast Analysis UniGene Cluster ID 

dbSTS GenBanli NCBI RefSeqNM (mRNA): GenBank mRNA: IMI 

Qti79I)E.MmM..022i62,l NM..022161i MMi 

Population Diversity 

Sample Ascertainment GeiiMyjie DM '^^^ Alleles 

rf Population /''?"'.SocraC/C or HWP C T 

^ Group Sample Cnt. » » ™ 

ss24523902M.MiMIL European 48 IG 0.958 0.042 1,000 0,979 0,021 
M_M_EANEL African American 46 10 i.ooo l.Oi 

1,01 

m; 

0,830 0,170 

0.860 0.140 



AITlCHNJANTIL Asian 


48 


10 


1.000 




24 


AF 






64 


AF 


s 


s.4:i412844}l.)pM4)' 1^.11 European 


118 


10 


0.780 0.220 0.343 


HapMap-HCB Asian 


90 


10 


1.000 


HapMap-JPT Asian 


90 


10 


1.000 


HapMap-YRl Sub-Saharan African 118 


10 


1.000 



1.000 
1.000 



ACtI asp popuiatioR multiple 78 10 0.949 0.051 1.000 0.974 0.026 

ss798'/10(i [)-0 African American 48 10 i.ooo 1.000 

M European 40 10 0.950 0.050 1.000 0.975 0.025 
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M European 6 IG 1.000 1.000 

Slil9693 PI 204 GF 0.951 0.049 1.000 0.975 0.025 



.CAUCl 62 GF 0.871 0.129 0.752 0.936 0.065 

Ml 48 GF 1.000 1.000 

HISPl 46 GF 0.957 0.043 1.000 0.979 0.022 

.MI 48 GF 1.000 1.000 

„ Average Individual Founders Individual Genotype 

^"'^Het.+Astderr: Count Count Overlap Conflict 

0.046-'M.^ 372 300 46 0 



Va!idatio!i Surnmas-y: 

Marker displays PCR results confirmed Homozygotes detected 
VaM;ii!035 skiis„ ... ... u. , . . J. , I J, 

Mendelian segregation in multiple reactions m individual genotype data 

,¥ H YES YES YES 
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Search for Si^P on NCBI Reference Assembiy 



Search EntrezSNP 



Ifor, 

Reference SNP(refSNP) Cluster Report: 

refSNPID:rs2066845 
Organism: human [Hmsapisns) 
Molecule Type: Genomic 
Created/Updated in build: 94/129 
Map to Genome Build: 36,3 
Citation: MM 



RefSNP Alleles: C/G 
Ancestral Allele: Not available 
Clinical Association: unl^nown 



Allele MGVS Names 

SNP: MM16UM22G>C. 4r 

single nucleotide polymorphism |^p ^-j^^^ ^ .p qqqqp 

NT_01 0498.1 5:g.4370738G>C 



GENERAL 

HUMAN VARIATION 

SNP SUBMISSION 
DOCUMENTATION 
SEARCH 
RELATED SITES 



SNP Details are 



in the following sections: 



s RefSNP Cluster I 
The submission ss48412842 has the longest flanking sequence of all cluster members and was used to instantiate sequence for rs2066845 during BLAST analysis for the cuirent build. 



HandlelSubmitterlD 

Assay ID 


^^^^f Alleles 5'NearSeq30bp 3' Near Seq 30 bp ^^^^ ^ 


SS2978537 CEPHIIBD1-SNP12 


fwd/B 


C/G 


gttgactcttttggccttttcagattctgg gcascagagtgggtgacgagggggcccagg 03/22/01 04/07/04 94 


Gei 


s099:22^ GKT-CGMISNP-EX8.1 


;< fwd/B 


C/G 


gttgactcttttggccttttcagatt;:tgg gcaacagagtgggtgacgagggggcccagg 05/30/01 10/25/06 96 


Gei 


ffii2675296 SN?5C0CANCERi(:ARl)15-03 


^ Iwd/B 


C/G 


gttgactcttttggccttttcagattctgg gca-icagagtgggtgacgagggggcccagg 09/05/03 04/07/04 118 


Gei 


ss2'l524028PERLEGENIafd4228335 


K fwd/B 


C/G 


gttgactcttttggccttttcagattctgg gcaacagagtgggtgacgagggggcccagg 08/10/04 09/13/04 123 


Gei 


^.imU] JDRF_WT_DILIDL2227 


rev/T 


C/G 


cctgggccccctcgtcacccactctgttgc ccaqaatctgaaaaggccaaaagagtcaac 09/07/04 09/07/04 126 


Gei 


j&48412S42APPLERAGIi}iCVli717466 


j( fwd/ 


C/G 


gttgactcttttggccttttcagattctgg gcaacagagtgggtgacgagggggcccagg 09/28/05 11/03/06 126 


Gei 


s^74f;0776SmiSNP_M-178946 


fwd/B 


C/G 


gttgactcttttggccttttcagattctgg gcaacagagtgggtgacgagggggcccagg 08/09/07 08/09/07 128 


Gei 


ssS4j.72775 PHARMGKB CREATEIPS204943 PA141942202 99 


fwd/ 


C/G 


gttgactcttttag nttt a -att : , , t , , , . , 12/06/07 12/10/07 130 


Gei 


sisMi72801 PHARMGKB_CREATEIPS204942_PA141942769_99 


fwd/ 


C/G 


gttgactcttttggccttttcagdttaggq.dd .,d,tg,jt,d 4dj,j,,. -dj, 12/06/07 12/10/07 130 


Gei 


sv^y53'^2185CANCER-GENOMEI79l7 


fwd/ 


C/G 


gttgactcttttggccttttcagattctgg gcaacagagtgggtgacgagggggcccagg 01/25/08 01/25/08 129 


Gei 



>gnlldbSNPIrs2066845lallelePos=301ltotalLen=601ltaxid=9606lsnpclass=llalleles='C/Glmol=Genomiclbuild=130 



. _ _ : : _ - . _ - _ _ : . :_ _:: 

GATGGAGG'.A GGTC'.AGTTT GGTGGGAjJA ^jN2'^^:CM TGAGGGGACT GTGGGATTGA 
GTGGTCCTGC CCCTCTGGCT GGGACTGCAG AGGGAGGAGG ACTGTTAGTT CATGTCTAGA 
ACACATATCA GGTACTCACT GACACTGTCT GTTGACTCTT TTGGCCTTTT CAGATTCTGG 

G Af A T ^ A 4 f ^ T^A AGCCTTGGGT GATCACCAGA 

GCTTi.A.bTb i.JiAGGTAA ^lTTlAGAGT lTATl.TGCA GTTTTCTTGG GGAGATCAGG 
TGAAGAGGGA GGAGCTGGGG CCAGTTCTGA AGGTCTTTGA ACTTTATTTC TACCCCACAA 
TGTTAGGCAA TGGAGTAAGG AAAAAAGACC ATTGGATTTC AAGAGAGGAC ACTCGAGTCT 
TTCTGGGTGA CTTGGAAATG TCCCTTGTCC TCTCAGGGTT TTGATACAGT ATCTGTAAAT 



GeneView 

Gene View via analysis of contig annotation: N0D2 nucleotide-binding oHgomerization domain containing 2 



http://www.ncbi.nlm.nih.gov/SNP/snp_ref.cgi?rs: 
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Reference SNP(refSNP) Cluster Report: rs2066845 

View variations for gene: Include cUnically associated: fin gene region CcSNP C has frequency Cdoublehit,^ 
Label Contig->niRNA Gene Model (contig mRNA transcript) ak kg^M 

reference NT (jl 04 98->NM 022162 
flMion 



Contig-->niRNA-->Protein 



Contie mRNA mRNA„ ,. dbSNP Protein Codon Ammo acid 

. , Function „ , . , 
position orientation pos allele residue pos pos 



reference NT C 



S-> NM 022162 -> NP 071445 4370739 forward 2827 missense C Arg[R]l 

contig reference G Gly[G]l 



Gene View: no link established by BLAST analysis of mRNA sequences 
Integrated laps: 

NCBI Map Viewer: rs2066845 maps exactly once on NCBI human ckomosomc if) 

Chromosome ^^^^^^ ^^'^^'^ Chromosome Hit Contig Assembly Group Contig Neighbor SNP flanli 



Ition position orientation Allele Type label label SNP position 

16 M..?26462i 433666635271867 plus G alLassemblyJ Celera Cetera view 300 

16 NW 001838288.25172^3 36643504 minus C alt jssembly J HuRef HuRef vk w 300 

16 NI01049M5 4370739 49314041 plus G reassembly reference reference view 300 



NCBi Resource Links 
Submitter-Referenced 

dbSTS GenBank 

Qti7mE.Mm3M..022 162,1 



NCBIRefSeqNM(mRNA): 
NM..Q22162J 



UnlGene Cluster ID 

135201 



Population Diversity 



ss# Population 

sisl2675296Pl 

CAIICI 
MI 



Sample Ascertainment 

Individual Chrom. 
Group Sample Cnt. 

204 

62 



PAO 



ss24524ia/yiim..FANEL European 46 
AFD„.'U^RiANE.L African American 46 
Al'I) cm PANii Asian 48 



SC97853? HliCAUC 
(MI 

S&2992223 CD.UK:POP 
ss48412842HapMap-CEU 

http://www,ncbi,nlm.nih,gov/SNP/snp_ref.cgi?rs= 



20 



European 



GeiiMyiie Beli Alleles 
Source HWP 
GF O.W 1,000 0,005 0,995 



GF 
GF 

GF 



IG 
AF 
AF 
AF 



1.000 
■^■ ■^• ■^• ¥; 

1.000 



1.000 
1.0( 



1.000 
1.000 
1.000 



GF 0042 0958 1.000 0.021 0.979 
IG 0.087 0.913 1.000 0.043 0.957 
IG 1.000 1.000 



1.000 
0.150 0.850 

1.000 
0.060 0.940 



IG 0.033 0.967 1.000 0.017 



Reference SNP(refSNP) Cluster Report: rs2066845 



Page 3 of 3 



Ma^vHCB Asian 90 
HapMsprlFI Asian 88 
IpMapIRI Sub-Saharan African 118 
M.Ai^]X)|wiaton multiple 78 



n Average Individual Founders Individual Genotype 

^Het.+/-stderr: Count Count Overlap Conflict 

aoi3^i).o«; 371 299 9 0 



IG 


1000 


1 000 


IG 


1.000 


1.000 

jHHHHHH 


IG 


1.000 


1.000 








IG 


0.026 0.974 1.000 


0.013 0.987 



V'liidatlOB states ^r'^^r^^ys PCR results confirmed Homozygotes detected 
' ^Mendelian segregation in multiple reactions In individual genotype data 

H YES YES YES 



GENERAL: Com 1/ 1 Hofucj:);-? I A'fXMvmbiii^ IdbSNP Smy I (kam I FI?..S£EV£R I Huiid History I Handle Requesl 
DOaiMENTATION: FAQ I FAQ V;dii\\^ I I H:m lo .^i;hi.'-!i! I RefSN? Sumraaty Info I tebaseito 
EmSN? I BiasrSNP I MlQma I By Sui':;;i;le; INew riaicM I Mefbod I MMk I MMSoo I Bad) I Look Mo I Bctft-eenMato 
HAPIOhl'l . h . J s V ■■.i 

NCBI: MM I iMK:^ 1 3LAI I (MM_ I Tiixormiy I MM 

Disciaiinef Pi-ivacy sta^iri^t 

Revised: May 25, 2006 1:38 PM. 
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Reference SNP(refSNP) Cluster Report: rs2066847 

Sin 
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^il•^;i^!e;id^■ Proieifi Genof!^?; Siri'Ctiire PopSs;! I'affiiXiii'sy GiVli^ Book;* SNP 
Search ior SNP on MCSi Reference Assembly | 



Search Entrez |SNP"| 3 for | Z" ^ l| 

Reference SNP(refSNP) Cluster Report: rs2066847 



GENERAL 

HUMAN VARIATION 

SNP SUBMISSION 
DOCUMENTATION 
SEARCH 
RELATED SITES 



refSNPID:rs2066847 
Organism: human ( H™ sap/ens) 
Molecule Type: Genomic 
Created/Updatedin build: 94/129 
Map to Genome Build: 383 

Citation: NHGRi MAS PubMed 

SNP Details are organized in the following sections: 

SVsmlor: Fasi^i Resource feeVlew 



RefSNP Alleles: -/C 
Ancestral Allele: Not available 
Clinical Association: unknown 



Allele HGVS Names \^ 

DIP: NMJMZM^^^^ 
deletion/insertion polymorphism NT_010498.15:g.4377977_4377978insC 



records for this RefSNP Cluster f 
The submission ss8819692 has the longest flanking sequence of all cluster members and was used to instantiate sequence for rs2066847 during BLAST analysis for the current 1 



NCBI 



HandlelSubmitterlD 



Entry Update Build Molecule Freq 



Sis297i539CEPHIIBDl-SNP13 
ss2i!92224GKT-CGMISNP-EXll.l/ins 
. SN?500(;ANCERICARDi5- 
'01 



ss rs 

'OmMffiAlldes 5' Near Se, 30 bp 3'NeatSeq3«bp ^ ^ 

fwd/T 7C cctacctaggggcagaagccctcctgc,-]gg cc::ttgaaaggaatgacaccatcctggaag 03/22/01 10/25/06 94 GeOOmiC 

fwd/T -/C cctacctaggggoagaagccotcctgcagg ccittgaaaggaatgaoaocatcctggaag 05/30/01 10/25/06 96 GcnOmiC 

fwd/T -/C cctacctaggggcagaagccctcctgcsgg cccttgaaaggaatgaoacoatcctggaag 05/30/03 04/07/04 116 GeUOmlC 



Pasta sequence (LegeM) 
>gnlldbSNPIrs2066847lallelePos=142ltotalkn=330ltaxid=9606lsnpclass=2lallele^ 

GACTGGCTM CTCCTGCAGT CTCTTTAACT GGACAGTTTC AAGAGGAAAA CCAAGAATCC 
TTGAAGCTCA CCATTGTATC TTCTTTTCCA GGTTGTCCAA TAACTGCATC ACCTACCTAG 
GGGCAGAAGC CCTCCTGCAG G 



CCCTTGAAAG GAATGACACC ATCCTGGAAG TCTGGTAAGG Cccctgggca ggcctgtttt 
agctctccga acctcagttt ttctatctgt aaaatggggt gacgggagag aggaatggca 
gaattttgag gatcccttct gattctgaca ttcagtgaGA ATGATTCTGC ATGTGAAGGA 
TCTGATTC 



GeneView 

GeneView via analysis of contig annotation: MM nucleotide-binding oligomerization domain containing 2 

View variations for gene: Inchide clinically associated: c in gene region CcSNP C has fi^quency C double hitjj 



Group 
Label 



Contig->mRNA 

reference M_0 1 (Hi->M.Mlo2 



Gene Model (contig mRNA transcript) Cokkgead 
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Reference SNP(refSNP) Cluster Report: rs2066847 

^ — J i mm — — n i n — i r~m 

Group ,. ^ „ Contig mRNA mRNA,. ,. dbSNP Protein Codon Amino acid 

, . / Contig">mRNA">Protein . , Function ,, , . , 

label position orientation pos allele residue pos pos 

referenceEL.M498->M.M62->NP0^^^ M frame shift C Pro[P] 1 .1006 

contig reference- 1 .1006 

GeneView: no link established by BLAST analysis of mRNA sequences 

Integrated Maps: I 
NCBI MapViewer: rs2066847 maps exactly once on NCBI human .ckMP.?ome .16 

Chromosome ^^"^'^ ^^"^'^ Chromosome Hit Contig Assembly Group Contig Neighbor SNPJank 

accession position position orientation Allele Type label label SNP position 

16 NW 926462.! 4^^3^343904 35279104^35279105 phs ■ alLassemblyJ Cetera Cetera view 141..141 

16 Mil' 18382^,2 M^5:^.S^^^^^^^^^ 36650742^36650743 minus ■ alt_assembly_8 HuRef HuRef view 141..141 

16 NT 0 !G498.15 4377977M3?7978 49321279M932128Qphis ■ ref.assembly reference reference view 141..141 

NCBI Resource Links I 

Submitter-Referenced dbSNP Blast Analysis UniGene Cluster ID 

dbSTS GenBank 135201 
G()79Mm:il%13M.Mi62J. 

Population Diversity f 

Sample Ascertainment Geaiftiype Detaii M Alleles 

sst Population"*'' *7, Source ^ i HWP + ■ £ 
Group Sample Int. « « « " " 

ss297^5:^9iiljCAiir 20 AF 0.700 0.300 

ss29'):224(^DJfK-POF 64 AF 0.890 0.110 

M8M92P1 200 GF O.OlO 0.990 1.000 0.005 0.995 

CAUCl 62 GF 1.000 1.000 



All 48 GF 1.000 1.000 

EM. 44 GF 0.045 0.955 1.000 0.023 0.978 



PAC.1 46 GF 1.000 l.Oi 

n Average Individual Founders Individual Genotype 

^"^''^Het+Astderr: Count Count Overlap Conflict 

0.010^/-C,ii7i: 0 0 0 0 



Marker displays PGR results confirmed Homozygotes detected 
VaMata status w , ,. ^ \. . ... , . . j. .j , , j, 

Mendelian segregation m multiple reactions m individual genotype data 
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YES YES YES 
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